35. Thomsen RW, Lange P, Hellquist B, Frausing E, Bartels PD, Krog . Genetic analysis identified a mutation in the exon 6 of lysosome-associated membrane protein-2 (LAMP2) gene. The final diagnosis was Danon's disease, an X-linked lysosomal disease due to a primary deficiency of LAMP2. The absence of LAMP2 leads to an accumulation of autophagic vacuoles, mainly in the heart and skeletal muscle cells. The characteristics of Danon's disease include childhood onset, male predominance, hypertrophic cardiomyopathy, mild myopathy, and mental retardation. Unfortunately, there is no causal therapy for Danon's disease. As the disease progresses, the only remaining therapeutic option is cardiac transplantation.
